Supplementary Figure S3:
Germline tandem duplication in ATM in exon 48 NM_000051.3: c.7010_7065dup56 in sample 4. A) Visualization of data processed by "Pindel tool" in IGV viewer (Broad Institute). B) Specific primers used for PCR and Sanger sequencing are marked in the box. Forward primer (5'-GTGGCAACTGGTTAGCAG-3') was located several bases before duplication and reverse primer (5'-GCCACAAACCCTCAGAC-3') was located at the beginning of duplicated region to amplify specific product (green underline) that includes duplication (highlighted in grey). C) Visualization of PCR specific product (71bp) that includes ATM duplicated region (56bp). 4 -tumor tissue of metastatic uveal melanoma sample 4, 4 Nnontumor tissue of sample 4, NC negative control. D) confirmatory electrophoreogram of a fragment that includes tandem duplication, sequenced with forward primer. Figure S4 : 3D structure of p53 complex with DNA using Cn3D 4.3.1 3-D structure viewer (https://www.ncbi.nlm.nih.gov/Structure/CN3D/cn3dinstall.shtml) to show the location of codon 254.
Supplementary
The codon 254 (yellow or red arrows indicates the position) is located in beta-sheets, buried in DNA binding domain. The 3D model contains three p53 core domain molecules and one DNA strand (blue and purple). Two of the core domains bind DNA; one (green) interacts extensively with a consensus binding site, and the other (grey) binds at a nonconsensus site at the interface of DNA fragments related by crystallographic symmetry. The third core domain molecule (brown) does not bind DNA but makes protein-protein contacts stabilizing crystal packing. The zinc atoms are shown as grey spheres.
